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CCRS-delta32

Hasznauenue

Habop peareHnToB npeHazHaueH AJIsl ONpPECICHUS MyTallui TeHa XeMOKHHOBBIX perientopoB CCRS,
moBhImaromen ycroianBocts kK BUY nadexmmm. OMIM: 609423,
Brusiemas mytanus CCRS-Delta32 npeacraBnser coboit nenernro pasMepom 32 mapsl HyKI€OTHIOB (11.H.).

Memoo uccneoosanus

OcHoBHoii. [Tormmmepasznas nennas peakuns (IILP) ¢ mocnemyromeit neTeknueil pe3yapTaToB METOIOM
anekTpodopesa (arapo3Hble WK NOTHAKPIIIAMIIHBIE TEIH).

JonoanutenbHble. [11P B peansHOM BpeMeHH, (pparMeHTHBIH aHAJTN3 HA aBTOMATHIECKOM T€HETHYECKOM
aHalu3aTope, CeKBeHUpoBaHue 1o CaHrepy (3k30H 3 NOIHOCTHIO, 3 315 ocHOBaHMI) — IO COTTIACOBAHMUIO.

Mamepuan ons uccnedosanus

JTHK, BbImeneHHas U3 OMOIOTHYECKOTO MaTepralia YeI0BEUYECKOTO MPOUCXOXKICHHUS (KPOBB, MATHA KPOBH,
OYKKaJbHBII SIUTEINH, CIepMa U JIp.).

[Ipubopmnoe obecneuenue

JIroObie Monenu aMITUKATOPOB (TEPMOLIMKIEPOB) — IJIsl OCHOBHOT'O METO/A.

Cocmas H(l60p(l U yciosusl XxpanHerusil KOMNOHERMO6

Ha6op paccunran Ha noctaHoBKy 100 peakiuii [TLP 06bp&Mom 25 MKII, BKITIOUYAs TIOJIOKUTENBHBIE U
oTpHIaTeNbHbIe KOHTPOJIU. B cocTaB Habopa Takke BKIIOYEHBI /IBA peareHTa 1is JeTeKiun npoayktos [11[P. ®dopmar
Ha0OpOB HepacKaIaHHbIH.

Ha3BaHue peareHra YcioBus XpaHeHust KoanuecTBo npooupok / 00bém (*)

Peaxyuonnvie komnonenmol (xpanumas 6 30ne 011 nocmanoexu I P)

Jleuonuzosannas 6ooa IIpu koMHaTHOM TeMIepaType 1 mpobupka

Deionized water n3 pacyéra 2 mu Ha 100 peaxmmit

Cmapm 10X IIL[P-6yghep -20°C 1 mpobupxka

Smart 10X PCR Buffer (**) 250 Mk, Ha 100 peakimii

12,5X Cmecwv npaiimepos -20°C 1 mpobupka

12,5X Set of primers 200 Mk, Ha 100 peakiuii

Baszenunosoe macno IIpu kOMHATHOI1 TeMmieparype 1 mpobupxka

Paraffinic Oil (***) u3 pacuéra 2 mut Ha 100 peakmumii

Koumponvnas JJHK -20°C 1 mpobupka

Control DNA (+4°C) u3 pacuéra 15 Mk Ha 1 HaGop
Ilocm-peakyuonnsie KOMROHEHMbL (XPAHUMY 6 INEKMPOPOpemuuecKoii 30ne)

6X Byghep ons nanecenus na eenv -20°C 1 mpobupka

6X Loading Solution (+4°C) u3 pacuéra 500 Mk Ha 1 HaboOp

Buvicoxomonexynapuwiii cmanoapm JJTHK -20°C 1 mpobupka

DNA Marker (***%*) (+4°C) n3 pacuéra 15 nocraHoBOK Ha 1 Habop

(*) Ilpn otHOBpeMEHHOH MocTaBKe HECKOJIBKMX HabopoB (Ha 200 u Oosnee peakuyii) OTAENbHbIE KOMIIOHEHTHI
MIOCTABJISIIOTCS B €IMHUYHBIX ITPOOUPKaX, ¢ IPONOPHHUOHAIBHBIM yBEINYEHHEM 00BEMOB COOTBETCTBYIOLIMX PEareHTOB
(Bona, macno, koutposisHast JJHK, a Takxke Bce MOCT-peakIIMOHHbIE KOMIIOHEHTBHI).

(**) Cmapm 10X I1L[P-6y¢ep. YHUBEpCcAIbHBII peakIMOHHBIH Oydep, yKe COepk HUT cMeCh
nesokcunykieosunrpudocharos u Cuapm Tag-noaumepasy. Cocra: 166mM (NH,),SO,; 670mM Tris-HCI (pH 8.8
npu 25°C); 0.1% Tween-20; 20mM MgCl,; 2mM kaxasiit ANTP; 0,5 ex./mMxn Cuapm Tag-noaumepasol,
crabunmzarop. [Ipu nucnone3oBanuu Cuapm 10X I1L]P-6ygepa Bce peakuny aBTOMATHIECKH HAYMHAIOTCS B PEXKUME
«ropstaero craptay. Cmabdbuiuzamop 00eCIeYuBAET BOCIIPOU3BOIUMOCTD PE3YJILTATOB MOCHE OOIBIIOTO KOJIHYECTBA
IIUKJIOB 3aMOopakuBaHuA-oTTanBanus (6onee 100) B mpormecce xpaHeHus 0e3 CHIKEeHUs akTuBHOCTH Cvapm Taq-
nOAUMEPA3bl.

(***) BazennHOBOE Macj0 MCHOJB3YETCS TOJIBKO C aMILIH(UKaTOpamMu 0e3 HarpeBaeMoN KPBILIKH.

(****) JlocTynHBI pa3i4yHble BEICOKOMOJIEKYJIsipHbIe cTanaaptsl JJHK: muis ucnonb3oBaHus Kak B arapo3HbIX,
TaK ¥ B IIOJUAKPHIAMUIHBIX T'€JISIX, IO COTIIACOBAHMIO.
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Ilpucomoenenue cmecu ons I[P

Cwmaprt 10X ITLP-6ydep, 12,5X cmecs mpatimepoB u o0pa3usl uccneayemoii JITHK nepen kaxmasiv
HCTIONB30BaHUEM CIIEAYeT MOJHOCTHI0 Pa3MOPO3UTh IPU KOMHATHOH TeMmmeparype. 3aTeM InepeMenaTh CoIepKIUMOe
poOUPOK, BCTPSIXHYB Ha BopTekce B TeueHne HECKOIBKUX CeKyHI. OcaauTh COIEPKUMOE BCEX UCIIONb3YEMbIX
poOUPOK Ha JHO KOPOTKUM LEHTPU(DYTHPOBAHHEM.

st noctanosku [P ams ogHoro oopasia JJHK B aMmuinukaimoHHy 0 mpoOUpPKY BHOCAT CIICIYFOIIUC
peareHThl B yKa3aHHOM MOPSIKE:

Pearent 00Bém
JlenoHn3oBaHHAas BOJIa 19,5 mkn
Cwmapt 10X IILIP-0ydep 2,5 MKJ
12,5X cmech npaiimepos 2 MKJ
Uccnenyemsriit oopazen JJHK ¢ konnentpamueii 10-100 ar/mxi (*) 1 MK
CymmapHbiii 005EM peakyuoOHHOU cMecu 25 mKn

(*) [pu padore ¢ Hu3kumu koHIeHTpanmwsiMu JJHK (<10 Hr/MKIT) ciemyeT yBeIHIUTh BHOCUMBINA B pEaKIIHOHHYIO
cMech 00BEM HCCIeIyeMOoro odpasia 3a CYET COOTBETCTBYIOLIEI0 YMEHBIICHU 00beMa ICHOHH30BaHHON BOJIBI.

Buumanmue!

Komnaectro anammsupyemoit JJHK nomxao ObITE He MeHee 5,0 Hr Ha 25 MK peakiinoHHON cMmecH. [Ipu
UCTIONb30BaHNN MeHbIero konndectsa JJHK nponsBoaurens He TapaHTHPYET aJeKBaTHYIO HAPAOOTKY CeIH(PIUUECKUX
MIPOAYKTOB PEAKIIUH.

B kaxnom payrge I11P 00s3aTenbHO OCYHIECTBISETCS TOCTAHOBKA «HOA0ICUMENLHOZO) T
«ompuyamenvHozo» kommpoiaei amnaugurayuu (00pa3usl K+ u K-). O6pazen K- HeoOxoauM 111 KOHTPOIIA Kak
BO3MO)XKHOT'O 3arpsi3HEHUS] KOMIIOHEHTOB HabopoB ayskepoauoit JIHK, Tak u coOmroieHnsl 9UCTOTHI YCIIOBHH B
KOHKPETHOM payHJie TpoOOonoAroToBKH. B mpobupky «ompuyamenvrnozo konmpois» BMECTO UCCIENyeMOro oOpasia
JIHK n06aBisioT Takoii ke 00bEM JCHOHN30BAHHON BOJIBI.

O6pazer; K+ HeoOxoauM Juist KOHTPOJIS pabOTOCIIOCOOHOCTH BCEX KOMIIOHEHTOB Ha0Opa, KOPPEKTHOCTH
MPUTOTOBJICHHUS peaKMOHHOM cMecu u npoBeneHus [1L[P. B nmpoOupky «nosooicumenvrnozo konmposy no6aBisioT
1 mxa (10 =r) mocraBnsemoi koHTponsHOM JTHK.

[Tpu ncnonb30BaHNK aMIUTH(UKATOPOB O€3 HArpeBaeMOM KPBIIIKK BO BCE IPOOUPKH JOOABIISIOT IO OJJHOM
Karljie Ba3eIMHOBOr0 Macia (mpumepHo 20-25 MKIT) U1 IPeIOTBpAILEeHISI HCIIAPEHHS PEaKIIMOHHOM CMECH.

[Tocne no6aBneHuUs BceX KOMIOHEHTOB PEaKIIMOHHYIO POOUPKY cileyeT cpa3y 3akphiTh. [IpoOupku
OTKPYYMBAIOT B TEUEHHE HECKOJBKHUX CEKYHJ Ha BopTekce Juis ocaXkieHus Kareib PeakKIMOHHONH CMECH CO CTEHOK 1
yZlaJIeHHUs] BO3MOYKHBIX ITy3bIPEKOB BO3/lyXa MEKAY PEaKIMOHHOM cMechlo 1 MacioM. Pexomenayercst Haunnats [1LIP B
teueHne 30 MUHYT mocie cMermBaHus 0opa3nos JJHK ¢ octansHBIMH KOMITOHEHTaMH PEAKIIHOHHOW CMECH.

[Momemarot mpoOupku B amruudukatop u mpooasar [P mo cooTBeTcTByIOIIEH IMTporpamMmme.

Yenosus I[P
IlepBas nenarypauus 30-35 mukioB (*) IMocnenuuii cuHTE3 LIETTH
94°C, 20 cex
95°C, 2 MuH 58°C, 20 cex 72°C, 5 MmuH
72°C, 20 cex

(*) Yka3aHHble HHTEPBaJIbEI BPEMEHH 110/Ipa3yMEBaIOT UCIIOJIb30BaHIE TOHKOCTEHHBIX pooupox st [TLP.

Baumanmue!

Konmuecto ananmmsupyemoit JJHK nomkHo 0b1Th He Menee 5,0 Hr Ha 25 MKJI peakunoHHOI cMmecu. [1pu
UCTIONb30BaHUM MeHbIero konndectBa JJHK nponsBoaurens He rapaHTHPYET aeKBaTHYIO HApaOOTKY crienn(pHUIECcKUX
npoaykToB peakuuu mpu 30 mukiax. [Tpu padote ¢ HU3KUMU (WM HEU3BECTHBIMU ) KOHIICHTparusiMu ctapToBoit JTHK
yycno nukioB [P cnexyer yBenuunts 10 35. Inst 35 HUKIIOB OKa3aHa yBEpEHHAs AETEKIUs IPOAYKTOB PEAKIIUU
st 2,0 vr craproBoit JJHK.

[Tocne 3aBepmenns [1LIP Bce mpobupku cieryeT coOpaTh B IITATHB U TIEPEHECTH B AIIEKTPO(OPETHUECKYIO
30Hy. OBpasIbl MOKHO CPasy e aHAIU3UPOBATH METOIOM SIIEKTPO(Ope3a WK XpaHuTh rpu 2-8°C HECKOIBKO HEMEb,
a nipu -20°C — HECKOJIBKO MecsileB. J0IycTUMO XpaHEHHUE TTOCT-PEAKIIMOHHBIX 00pPa30B IPH KOMHATHOM TeMIeparype.
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Pecucmpayus pezynomamos

Ammnudunupoanssie Gpparments! JJHK MoxHO aHanm3upoBats B arapo3Hsix (1,5-2,5%) wmm B 6-12%
HeJICHaTYPUPYIOIIMX MojakpuiaaMuanbix rensx (ITAD).

Ilepen HaHECEHHEM Ha TeJb aHATU3UPYEMBIC 00pa3Ibl CMEIIUBAIOTCS C Oypepom Oisi Hanecenus Ha 2eib (60X
Loading Solution) B 00bEMHOM cooTHOIIEHUH 5:1. MoxxHO cpa3y no okonyanuu 1P 1o6aBuTh BO Bce MPOOUPKH 110 5-
6 Mk 3Toro Oydepa. [IpucyrcTBue kpacuresei B Oydepe odsierdyaetT HaHECCHHE 00Pa3IOB Ha TeNb U MO3BOJISCT B
nporecce 31eKTpodope3a KOHTPOINPOBATh, B KaKoH yacTH reist Haxozsres gpparmentsl JJHK HyxHOTO pasmepa.

B 3aBucuMocTH OT KOHYecTBEHHOTO BhIXoAa mpoaykroB ITLP i MeTona Buzyanu3zammm ¢pparmento JJHK ms
OJIHOTO HAaHECEHUs Ha rellb CIeayeT Oparh 5-8 Mk aMmumnduipoBaHHOro oopasma. Kak MUHIMYM OZlHY TOPOXKY B
reJie UCIONIb3YIOT U1l HAHECCHHUS 8bICOKOMONEKYasipHo2co cmanoapma JHK.

OnexTpodopes MpoBOIAT IPH HANPSHKEHHOCTH 1o He 6oJee 15 B/cm (araposnsie remm) mwiu 25 B/em (TTAT),
IoMeIast Teb CTapTOBBIMU JIyHKaMH K KaToxy (-). B cpemHeM, B 3aBUCHMOCTH OT HCTIOJIb3YEMBIX HCTOUHHKOB ITUTAHHA
1 Kamep st aIeKTpodopesa, U arapo3HBIX Telleil pealbHOe 3HAUeHUe HalpsDKeHns cocTasisieT 150-250 B,
OCHOBHBIM KPUTEPHEM 3aBBIIICHHbBIX 3HAYSHUH HANpsHKEHUS (MOIIHOCTH) SBJISIETCS Neperpes reiist u 0ydepa, a Takke
nosiBieHue 3 dexra «ynbIOKm» i PPOHTA KpacuTeeil.

[To okoHyaHuu 3eKTpohope3a OKPALIUBAIOT I'eJlb U JIOKYMEHTHPYIOT NOJIy4eHHbIE pe3yibTaThl. JIoObie renu
MOYKHO OKpAILIUBATh B PACTBOPE OPOMHCTOr0 STHAMS (KOHLEHTpalust pactBopa 0,5 MKI/MJ1, OKpaliBaHie B TEUCHHE
20-40 MUH) ¢ TIOCIICAYIONICH TPOMBIBKOW B IUCTHUTMPOBAHHOMN BOJIEC U MPOCMOTPOM B YIILTPA(UOJICTOBOM CBETE Ha
TpaHCHIITIOMHHATOpe (AnuHa BoyHb! 254 win 302 aM). ITAI” MoXkHO Takke OKpallMBaTh HUTPATOM cepebpa.

[omydeHHBIE pe3ynbTaThl JOKYMEHTUPYIOT oTorpadupoBanueM (BUAEOCHEMKOM, CKAHUPOBAHUEM) TeNeH ¢
UCTIONIb30BAaHUEM NTPH HEOOXO0IUMOCTH OPAHKEBOTO MIIM HHTEPPEPEHIMOHHOTO (594 HM) cBETOGHIBTPA MIIH B BUIIE
BEICYIICHHEIX Teliei (B cirydae okpammBanus [TAI cepebpom).

Yuem pesynomamos

Bmsyanmzamus kakux-nm6o noxoc B quamnazone ot 100 qo 1000 m.H. Ha JOPOKKAX ompuyamenbHo20
KOHMpOJisi CBHACTENBCTBYET O 3arps3HEHUH peakunoHHOM cMecH ayxepoxnoit JIHK (konramuHanmm). PesynbraTe
aHallM3a B TAKUX CIIyYasx HE MOJICKAT YIETY Ui BCeX 00pasiioB.

Busyanuzanus oownot (320 n.H.) wiu 08yx (320 u 288 n.H.) OTYETIUBBIX TOJIOC YKA3aHHBIX Pa3MepOB (3aBHCUT
OT HcMoyib3yeMoil koHTpoasHO# JJHK) Ha moposkkax nosnoscumenvnoco KOHmMpo.is CBUIETENBCTBYET 00 YCIIEIITHOM
npoxoxxaerun [1[P. Pe3ynbrarel aHann3a B TAKUX CIydasX MOTYT ObITh YCTIEIIHO YYTEHBI.

Jlis ucenemyeMbIx 0Opa3IoB Ha TOPOKKAX B Tejie JOJDKHBI OTYETIIMBO BBIABIATHCS OAUH (IJIS IBYX Pa3HBIX
TOMO3HUTOTHBIX T€HOTHIIA) MU ABA (IS €AMHCTBEHHOTO TeTEPO3UTOTHOIO TEHOTHIIA) aMILTH(UINPOBAHHBIX
¢parmenra JJTHK.

Briseenue B 00pasie Toapko oxHoro ¢pparmenta JJHK pasmepom 320 11.H. CBHIETEIBCTBYET O TOMO3HTOTHOM
HopMansHOM TeHotune (Wild Type, WT, +/+). D10 Hanboee 9acThlii pe3yabTaT UCCIeIOBAHNUS.

Briseiienue B o6pasine nByx pparmenros JJHK pasmepom 320 u 288 1m.H. CBUAETENBECTBYET O TETEPO3UTOTHOM,
YaCTUYHO MPOTEKTHBHOM B oTHOImeHNH BUY mHpekunn reHotune +/del. D10 BTOPOI 1O 9acTOTE HAOIOCHUN
PpEe3yNbTaT HCCIIETOBAHUSL.

BesiBnenue B o0pasiie Tonbko oaHoro ¢gparmenta JJHK, pasmepom 288 1.H., CBUAETENBCTBYET O
TOMO3UTOTHOM Mymanmuom renotune del/del. Ito Hanbonee pekuil pe3yabTar uccienoBanus. [Ipakruaecku
MIOJIHOCTHIO POTEKTUBHBIN B oTHOIIeHNH BIY nH(EKIMu TeHOoTHII.

Pegepenmnuvie cenomunul

JAHK K562 | THK 99474 | AHK 9948 | AHK 2800M | JHK 007 | AHK L-68 | AHK CO

+/+(WT) | +/+(WT) | +/+(WT) | +/+(WT) | +/+(WT) | +/+(WT) | +/del

THonumopguszm: ecmaska / omcymemeue ecmasku, INDEL,
32 nykneomuoa (- / gtcagtatcaattctggaagaatttccagaca).

Jpyeue nazeanus: CCRS A32, CCR5del32, CKR-5-d32, rs333 (rs4646963, rs56030631,
r$62627090)

Xpomocomnas noxanuzayus.: 3p21.31 (nozuyuu 46 373 300 — 46 373 700)

chr3s Cp2l.31)

ITo nanaeiM BLAT: http://genome.ucsc.edu/cgi-bin/hgBlat (Bepcus Dec. 2013, GRCh38/hg38).
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Obwue ceedenus u OUACHOCIMUYECKAdsl 3HAYUMOCHb

XeMOKHHAMH Ha3bIBaroTCs HebompImme Oenku (pazmepoM ot 8 1o 10 k/la), ocHOBHOM (yHKIHEH KOTOPBIX
SIBIISIETCSI KOHTPOJIb KJIETOYHOIM MUTpaliy. Perentopsl XeMOKHHOB SIBIISIIOTCS TpaHCMeMOpaHHBIMU Oenkamu. K
HACTOSIIEMY BPEMEHU HACHTHOUIIMPOBAHO OKOJIO 50 XeMOKHHOB 1 20 XeMOKHHOBBIX PELIEITOPOB.

B BockMHIECATHIX TOaX MPOILIOro BeKa HaYaJICs MOUCK IeHOB, HOIUMOP(HBIE BAPHAHTHI KOTOPBIX MOTYT
BJIMATH Ha MPOLIECC 3apaKEeHHsI U pa3BUTHU MHPEKLIUH, 00YCIOBIEHHOI BUpycoM UMMYHoieduiuTa yenoseka (BUY).
[Mocnenyromye OTKPHITHS BBISIBUJIN TECHYIO CBSI3b MEXKy XEMOKHHAMH, XEMOKHHOBBIME perlientopamu u BUY-
HHQEKITHCH.

I'mukxomnporennst gpl20 u gp41 ob6onouku BUY cBA3BIBatOTCS C MMOBEPXHOCTHIO KIETKA-MHUIIIEHH Oiaromaps
CBOEMY BBICOKOMY CpolcTBY K CD4, 0CHOBHOMY BUPYCHOMY perenrtopy. Ilocnenyromiee B3anMoieiicTBre ¢
XEMOKHMHOBBIMH PELENITOPAMH 3aITyCKaeT KOH(OPMAIIMOHHBIE N3MEHEHNS, IPUBOSAIINE K CIUSHHIO BUPYCHOM
000JI0YKH U KIIETOYHOM MEMOpPaHEI.

B 1996 rony 0b11 npeHTHQHUIHPOBAH OeTa-XeMOKHHOBHIN perentop CKR-5 (m03:xke IepenMeHOBaHHEIH B
CCR-5, chemokine (C-C) receptor 5), npenCTaBICHHBIA HA TIOBSPXHOCTH MHOTHX KIIETOK, BKItouas CD4, CD8 u
aKTUBUPOBaHHBIE T-KneTkU (Samson et al., 1996a). CCR-5 sBnsieTcs OCHOBHBIM KOPELENTOPOM JUIA TaKUX ITOABH/IOB
BUY, xak NSI u R5-HIV-1 (Deng et al., 1996, Dragic et al., 1996).

I'eH, kogupyronuii 3ToT XeMoknHOBBIH perientop, CCRS (Gene ID: 1234), pacrionokeH Ha KOPOTKOM ILIede
xpomocoMbl 3 uernoBeka (3p21.31), umeer pazmep 6 065 H.0., 1 ISl HETO NMOKA3aHO CYIIECTBOBAHUE IBYX
TpaHCKpHUNTOB. [IepBoHAYaIEHO ITOT I'eH OBLIT OMMCAH KaK COCTOSIIMI U3 YETHIPEX IK30HOB U TOJIBKO JIBYX HHTPOHOB
(Mummidi et al., 1997).

Myrammst Delta32 (D32) B rene CCRS BuepBrie Obuta onricana B 1996 r. (Liu et al., 1996, Samson et al.,
1996b). lenenns B TpeTbeM 3K30HE 32 HYKICOTHIHBIX OCHOBAHUHN IMPUBOJUT K CABUTY PAMKH CUUTHIBAHUS Ha 185-oM
aMHHOKHCJIOTHOM OCHOBAaHHH, YTO BBI3BIBACT IPEKACBPEMEHHOE OKOHYAHHIE TPAHCIALNH ocTaronmxcs 168
aMUHOKHUCIIOTHBIX OCHOBaHUi (Ansari-Lari et al., 1997). Takolt MyTaHTHBIN O€JIOK JIHIIAETCS TPEX MOCIESTHHX (U3
CeMHM) TpaHCMEMOPaHHBIX CETMEHTOB U TepsAeT (QYHKIIMOHATBHOCTH. [Ipn 3TOM MyTamms HaXoAUTCS B 007IaCTH BTOPOH
TpaHCMEMOPaHHOW METIIH.

B 1996 rony 66110 BRICKa3aHO 00OCHOBAHHOE MPE/IOIOKEHUE, YTO 3Ta MYTAIlUsl B TOMO3UTOTHOM COCTOSIHUU
MIPUBOMT K HEBO3MOXKHOCTH NprcoeanHeHus Bupyca BUY k kneTke-x03uHy (HEBO3MOXKHOCTH HHOUIMPOBAHUS
Hocurens myTaiuun BUY). A MyTanus B reTepo3UroTHOM COCTOSIHUM CYIIECTBEHHO YMEHBIAET IaHC HHPUINPOBAHUS
BUWY: a recessive restriction gene against HIV-1 infection (Dean et al., 1996; Liu et al., 1996, Samson et al., 1996b).
Bo MHOTHX Mocemyronmx padoTax Obliia MoKa3aHa TeCHas CBsA3b Mexay mytarueid CCRSI-delta32 n BUU-undexmnmeii.

T'emeposucomusie HocuTenn mytanun CCRS5-Delta32 uMeroT B 1Ba pa3a MEHBIIIE HOPMAIbHBIX PEICTITOPOB
CCR-5, 9T0 3HaUNTENTHHO 3aMeUIAET PETUIMKAINIO BUpyca U MaHUpecTaluio 3aboseBanus. [ omo3ucomusie HOCUTEIH
MYTaHTHOTO aJUIeJIs BOOOIIE MPHOOPETAIOT YCTOWIHBOCTD K 3apaskeHHUIO BUpycoM R5-HIV-1.

Hauwnnas ¢ 1997 rona, Op110 OITyONHKOBaHO OTPOMHOE KOJIHYECTBO paboT MO 9YacTOTaM 3TOW MYTaIllH B
Pa3THYIHBIX NOMYJSAIHIX, HampuMep (OJHH U3 IEPBBIX): Acees u Op., 1997, I'aneesa u op., 1998, Libert et al., 1998;
Voevodin et al., 1998, Yudin et al., 1998; Zimmerman et al., 1997. CymmapHO, IOMYJSIMOHHAS YacTOTa
JIeTIETUPOBAHHOTO IS sl OENbIX (e8p0neouonvix-Kagkazouonslx) eBponeies coctamia okoso 10%, u
CYIIIECTBEHHO PeXKe ATOT ajlielb BCTpeYalcs B Apyrux nonynsuusx (Lucotte, 1997, Martinson et al., 1997).
CpaBHUTENBHOE pacipeesenne yactoT ameneit ans mapképa CCRS-delta32 B MupoBOoM MaciiTade MOXKHO HAlTH,
Hampumep, B oOHoBisieMoit 6a3e qaHHBIX ALFRED.

K HacrosimmemMy BpeMeH! MOKHO 3aKJII0YHTh, YTO YaCTOTa MyTallu MaKCUMasbHa Ha ceBepe EBporisl (0kou1o
Benoro u bantuiickoro Mopeit) 1 INIABHO CHIDKAETCS OT ATOM 00JIacTH BO BCeX HampanieHUsAX. [1o oTAenbHBIM JTaHHBIM,
BBICOKAsl 4aCTOTA MYTAIlMX HAOJI01AeTCs JUIsl HEKOTOPBIX NOMyIsiui 3anaqHoit Cnbupy (IOpLbl, XaHThI): «BTOPOH
MUpPOBOU MakcuMym» (baranoeckas & bananosckuii, 2007, Yudin et al., 1998).

B Gosiee mo3qHMX MCCIIEOBaHMAX B 00IaCTH MOJIEKYJISIPHON TeHETHKH ObLIN ONUCAHBI M APYTHe
NoJIMMOpP(QHBIE JIOKYCHI, BIUsIOMUE Ha B3anmoaeiictBue BUY u oprann3ma 4enosexa, B epByto ouepens — CCR2 u
SDF1 (nanpumep, Koguaou u op., 2007; Apostolakis et al., 2005, Ryabov et al., 2004). B pa6ote 2016 1. MBI
HACUMTAJHN YK€ He MeHee 25 TeHOB 4eJIOBeKa, KOTOPhIE B Pa3HOI CTETIEHN OB U3Y4YEHBI B OTHONICHUU
BocpuuMYUBOCTH K BUYU-MH(EKIINH, ¥ 3TOT CITUCOK T€HOB (MOJMMOP(HBIX MapKEPOB) a0COTIOTHO HE MPETEHAOBAT Ha
HCYEPIIBIBAIOILYIO MTOJTHOTY (Jlebedesa u op., 2016). OnHako Ha CETOAHANIHAN I€HB, MOKAIYH, TOIBKO IS JIOKyca
CCR5-delta32 na 60TBIIOM MOMYJIIIMOHHOM MaTepHaie JOCTOBEPHO MMOKa3aH MIPOTEKTUBHEIA 3((HEKT MyTaHTHOTO
amens B oTHoieHnu BUY-nabexiun. s O0MpIIMHCTBA OCTATBHBIX HCCIIETyEMBIX B 3TOM IUIaHE MapKEPOB TaHHEIE
OCTarOTCS B Pa3HOU CTENEHH MPOTUBOPEUHBBIMHU.

HUcxons u3 xpomocoMHO# nokammzanuu, Mapkép CCRI-delta32 MoxeT OBITH CHEIUICH CO CICAYIOIIUMU
MOJIUMOP(HBIMI MUKPOCATEIUTUTHBIMH JIOKYCaMH, HCIIOJIb3yEMBIMH B HACTOSIIIEE BPEMSI B IIPUIIOKEHUSIX 110
uneHTuuKanuy JnaHoct: D3S1358, D3S4529.

Takum 006pa3zoM, ycTaHOBJIeHHE TeHOTHIIA 0 Mo uMopdHomMy Mapképy CCR5-delta32 nmeer
JA0CTATOYHO Ba’KHOE MPOrHOCTHYECKOe 3HaYeHHe Kak it BUU-nHpUIMPoOBaHHBIX MAUEHTOB, TAK U JJIs
310POBBIX JIMIL.
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Pa3Mepbl 1 monyasiiMOHHBIE YACTOTHI ajl1esel B JIokyce CCR5-delta32

. N YacToTsl anienei, KOTOpble pEKOMEHIYeTCs
Pasmepsr amuteneif, | YacToTsl annenel B BEIOOpKe ..
Annenn LH 13 pyceKoit momy s (¥) HCTIONB30BAaTh ISl pacuETOB MHICKCA U
o Py Y BEPOSTHOCTH pozcTsa (**)
del32 288 0,0865 0,087
wild 320 0,9135 0,914
HOBEI (IpyToit) - 0,0000 0,001

(*) mo maraBIM Kogpuaou u dp., 2007; 00beAMHEHHAS NOMYISHOHHAS BHIOOPKa 13 480 HEPOICTBCHHBIX YEIOBEK.
(**) «koHCEpBaTHBHASN» OIICHKA YaCTOT aJuIeJIeH MpoBeIeHa I NCCIIEAOBAaHHOM BEIOOPKH (TIPEeIbIIyIIHIA CTOI0CI]
TaOIHUIIBI) COTIIACHO pekoMeHnasiM Gjertson et al., 2007.

P@(/)@p@l[ﬂlllbl@ IlyK.Y(Z()IﬂZ/l()llbl(), nocne008amebHoCmu

Hoctyn Hata Paswep
GenBank - Amnnens 1o pedepeHTHOI! [T0CIeA0BATEILHOCTH aMITTHUIIPYEMOTO
(dparmMeHTa, m.H.
KM355945 27-SEP-2014 Wild, INS = gtcagtatca attctggaag aatttccaga ca 320
NG 012637 19-MAR-2016 Wild 320

KM355945: “Homo sapiens clone V201 CC chemokine receptor 5 (CCRS) gene, complete cds”.
NG_012637: “Homo sapiens C-C motif chemokine receptor 5 (gene/pseudogene) (CCRS5), RefSeqGene on
chromosome 3.
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Hononnumenvnasn ungopmayus

Hab6opsl TAIIOTHJIN / TOIIOTHJIH npepna3zHadeHsl ajist paboT in vitro (TO eCTh B TPOOUPKE, BHE KHUBOTO
opraHusma).

Ha6ops! npeaHazHaveHsbl 1151 HAYYHO-HCCIIEA0BATEIbCKHX HeJIei.

HabGops! pearentoB TOIIOTHIIH (TO4ueunsie I10mumopdusmsl s THnmpoBanust JIAYHOCTH) 110 CBOEH CyTH
SIBIISIFOTCS OTBeTBIIeHHeM HabopoB TAIIOTHIIN (TAunemusie I10BTOpHI 1t THnupoBanus JI{9HOCTH) B
HarpasJIeHUH OOIEH TeHETHKH YeJIOBeKa.

IMpocum Bac ve myraTh Mexay coboit Habopsl TAIIOTHI/IA v TOIIOTHUJIHU: mexny HUIMH IPUMEPHO TaKasi Jke
pasHuua, kak mexay AI1T 'EKOH v OIITHUKOM.

WHucTpykums o npuMeHeHuto K Habopam umeHHo TAIIOTHJIN B HacTosIIee BpeMs SBISIETCS HanOoIiee MOTHOI.
OHna conepuT moApoOHyI0 nHPopMaIuio o Metoaax Beiaenenus JJHK, mpurotoBieHnn arapo3HbIX U
MOJMAKPUIIAMUAHBIX Tenet u mp. MHpopmanus B « AHCTPYKIHI» H3MEHAETCS Oe3 peIBapUTEIbHOTO
yBenomiieHus. [ToaHast 37eKTpoHHAs BepcHs JOCTYITHA 1O CChUIKE: http://www.tapotili.ru/doc/tapotili.pdf (daiin
dbopmara Adobe Acrobat, okono 4 M0).

Habops1 TAIIOTHUJIN / TOIIOTHJIH ne noasnesxat o0s13aTesIbHOM cepTH(UKALMN U IEKIapUPOBAHHIO
cootBercTBUst B Cucreme ceprudukanuu OCT P.

Koppr mpoaykumu OKII/12 (OK 034-2014, KITEC 2008): 20.59.52.190 (PeareHThI CI0KHBIE TUATHOCTHYCCKUE WK
J1ab0paTopHbIE, HE BKIIOUEHHBIE B Ipyrue IpynnupoBkn), 20.59.52.199 (PeareHTs! cl10)KHBIE JUarHOCTHYECKHE
i 1abopaTopHbIe NPOYHE, HE BKIIOUCHHBIE B JIPYTHe TPYIIUPOBKH).
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e  HaGopsl TAIIOTHUIIH / TOIIOTHJIH ne SBASIOTCS U3CIIMEM MEANIIMHCKOTO Ha3HAYCHMSI, HE TIPeIHA3HAYCHBI JIJIS
UCIIONIb30BaHMS B LIEJSIX MEIUIIMHCKON TUarHOCTUKH, JUIS AUArHOCTHYECKUX MPOLELyp, A NPOQUIaKTHKHE U
neyeHus 3abonesanuid. [1o atum npuannam vadopsr TAIIOTHUIIN / TOIIOTHIIH He noanexat rocy1apcTBEHHOM
perucrparuu Ha Teppuropun PO (B ToMm uncie B PocaapaBHaizope) B KauecTBE MEIUIIMHCKOTO M3ICTIHS.

e  MounekynspHo-reHeTuueckue uccnenopanus (MI'M) mo ycTaHOBICHHUIO TEHOTUIIOB OT/IEJIBHBIX JIUII, B TOM YHUCIIE
10 MJICHTU(DHUKAIINH JINYHOCTH U YCTAHOBJICHHIO CIIOPHOTO POACTBA METOJIOM aHAIN3a MOJIUMOP(HBIX JTOKYCOB
TEHOMA YEJIOBEKa HE SBILFOTCS MEANUIIMHCKON IESITENbHOCTHIO: YCTAHABINBAIOTCSI HIMEHHO OHOJIOTHYECKHE (PaKThI
(TeHOTHIIBI 00CTIeTyEeMBIX JTHII).

e Mg pekomenayeM pe3ynbraTsl MU opopmitaTs B Buae 3akiroueHus crieruanucra, oraéra o HUP u
aHAJIOTUYHBIX TOKYMEHTOB, HE SIBILTIOIINXCS MEIUINHCKUMH JOKyMEHTaMH.

e  MHTepnpeTaiyst MEIUIMHCKON 3HAUNMOCTH TIOJTyIEHHBIX JaHHBIX W IPUHATHE KINMHIYECKOTO PEIICHHUS OTHOCHTCS
K KOMIIETEHIIUH Bpaya.

HononHnumenvHovle pacxooHvle Mmamepuaivl U 000py0o8aHue

Bo3moskHa rmocTaBka 10060ro He0OX0AUMOTro 000py0BaHMUs (HOBOTO 1 BOCCTAHOBJIEHHOT0), PACXOAHOTO
mactuka (HakoHeuHukH, mpooupku 1ist [TLP), nabopos mis Beaenenus JJHK, a Takxke Bcex HEOOXOIMMBIX
JIOTIOJTHUTENBHBIX PEareHTOB (HanmpuMmep, 1Jis MPUTrOTOBICHUS arapo3HbIX U MOJUAKPUIAMUHBIX TeJIel U 1p.).

Koumaxmeui

I'pynna komnanuii «TanoTunm»

Unteprer: www.tapotili.ru

DnexTpoHHas moura info@tapotili.ru
Mob. Texn. +7-903-786-4-789

Edpemon Unbst AnekceeBUY — CTapIINiA HAYIHBIH COTPYIHUK, KAHAUIAT OMOIOTHIECKUX HAYK

AxtyanpHas mabopatopHas 0aza:

119334, Poccus, T. Mockga, yi. Koceiruna, 1. 4. UBX® PAH. JlabopaTtopusi mOCTT€HOMHBIX MOJICKYJISIPHO-
TEHETUYECKUX UCCIIE0OBAHUM.
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